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ABSTRACT
Fabry disease (FD) is an X-linked inherited lysosomal storage disorder caused 
E\ĮJDODFWRVLGDVH$ĮJDO$GHILFLHQF\&HQWUDOQHUYRXVV\VWHPLQYROYHPHQWDQG
chronic white matter lesions are observed in both FD and multiple sclerosis (MS), 
ZKLFKFDQFRQIRXQGWKHGLIIHUHQWLDOGLDJQRVLV:HDQDO\]HGWKHGLA gene, which 
HQFRGHVĮJDO$LQSDWLHQWVZLWKFOLQLFDODQGQHXURUDGLRORJLFDOILQGLQJVFRQVLVWHQW
ZLWK06 WRGHWHUPLQHZKHWKHU WKH\KDG)':H LGHQWLILHG IRXUZRPHQ LQLWLDOO\
diagnosed with MS who had GLAPXWDWLRQVDVVRFLDWHGZLWK)'2XUUHVXOWVLQGLFDWH
that family history besides neurological findings should be evaluated in patients with 
DQXQFHUWDLQGLDJQRVLVRI06$OVRWKHLQYROYHPHQWRIRUJDQVRXWVLGHWKHFHQWUDO
QHUYRXVV\VWHPFDQVXSSRUWWKH)'GLDJQRVLV
ZZZLPSDFWMRXUQDOVFRPRQFRWDUJHW                      2QFRWDUJHW9RO1RSS
INTRODUCTION
Fabry disease (FD) is a rare lysosomal storage 










































:H LQYHVWLJDWHG  SDWLHQWV  IHPDOH DQG 
PDOHDYHUDJHDJHRI\HDUVUDQJH±\HDUVZKR
KDGSUHYLRXVO\ UHFHLYHG D ³SRVVLEOH´ GLDJQRVLV RI06
$OOSDWLHQWVSUHVHQWHGZLWKQHUYRXVV\VWHPLQYROYHPHQW
Brain MRI demonstrated white matter lesions. Four 
ZRPHQRXWRIWKHFRKRUWRISDWLHQWVZHUHIRXQG
WRKDYHPXWDWLRQV LQGLA WKDW DUH UHVSRQVLEOH IRU)'
7KHGHPRJUDSKLFDQGFOLQLFDOGDWDIRUWKH)'SDWLHQWVDUH
summarized in Table 1.
3DWLHQW  LV D \HDUROGZRPDQZLWK D KLVWRU\
RIDWUDQVLHQWLVFKHPLFDWWDFN+HUIDWKHUZDVGLDJQRVHG
ZLWK )'+HZDV IRXQG WR KDYH D SUHYLRXVO\ UHSRUWHG





3DWLHQW  LV D \HDUROG ZRPDQ ZKR ZDV
HYDOXDWHG IRUEXUQLQJSDLQ LQ WKH OLPEV$EUDLQ05,
GHPRQVWUDWHG WKH SUHVHQFH RI PXOWLSOH ZKLWH PDWWHU
























>@ 7KH VDPHPXWDWLRQ ZDV LGHQWLILHG LQ WKUHH RWKHU
LQGLYLGXDOVLQSDWLHQW¶VIDPLO\ZKRKDGQRWEHHQGLDJQRVHG




+HU V\PSWRPV LQFOXGHGDFURSDUDHVWKHVLD EXUQLQJSDLQ
LQWKHOLPEVSDUWLFXODUO\DIWHUSK\VLFDODFWLYLW\KHDWDQG
FROGLQWROHUDQFHUHFXUUHQWKHDGDFKHDQGDEGRPLQDOSDLQ
*HQHWLFDQDO\VLV UHYHDOHGDPXWDWLRQ 6* LQGLA.









EDQGV LQ FHUHEURVSLQDO IOXLGZLWK LQFUHDVHG LQWUDWKHFDO
,J* V\QWKHVLV DGMXQFW FULWHULD $OWHUQDWLYH GLDJQRVHV
VKRXOG EH H[FOXGHG >@ 6HYHUDO GLVHDVHV FDQ PLPLF

















GHYHORSPHQW RI FKURQLF ZKLWH PDWWHU K\SHULQWHQVLWLHV
GHWHFWHGRQEUDLQ05,>@7KHVHIHDWXUHVDUHFRQVLVWHQW
ZLWK06 SDUWLFXODUO\ LQ \RXQJ DQGRU IHPDOH SDWLHQWV
ZKRPD\ KDYHPLOG V\PSWRPV GXH WR WKH SURJUHVVLYH
RQVHW RI )' DQGRU UDQGRP ; LQDFWLYDWLRQ >@ ,Q
WKHVHSDWLHQWV QHXURORJLFDO V\PSWRPVPD\EH WKH ILUVW
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RU RQO\ HYLGHQFH RI )' >@ &HUHEUDO VPDOO YHVVHO
LQYROYHPHQWLQ)'SDWLHQWVPD\EHGXHWRHQGRWKHOLDOFHOO
G\VIXQFWLRQDQGGHSRVLWLRQRIQHXWUDOJO\FRVSKLQJROLSLGV






DQ DGGLWLRQDO SRZHUIXO GLDJQRVWLF HOHPHQW LQ06 >@
8VXDOO\ D FDUHIXO QHXURUDGLRORJLFDO DQDO\VLV VKRXOG EH
able to distinguish between white matter lesions that are 
KLJKO\VXJJHVWLYHRILQIODPPDWRU\HYHQWVDQG06IURP
WKRVHWKDWDUHPRUHW\SLFDORIYDVFXORSDWK\DQG)'>@
































0LQLSUHS 6LJPD$OGULFK 86$ '1$ FRQFHQWUDWLRQV
ZHUH HVWLPDWHG XVLQJ D VSHFWURSKRWRPHWHU (LJKW SDLUV
RISULPHUVZHUHGHVLJQHGWRDQDO\]HHLJKWWDUJHWUHJLRQV






FROOHFWHG IURPPDOH DQG IHPDOH SDWLHQWV ZLWK SRVLWLYH
GLA WHVWV XVLQJ WKH'ULHG%ORRG )LOWHU 3DSHU '%)3

























1 ) FBGHO$$  + +  
 ) M51I  +  + 
3 F/63 54 4.1 +   recurrent headache
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